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As congenital sideroblastic anemia (CSA)is very rare, there is a need to
collect the data of patients and clarify the molecular pathogenesis to develop a novel therapy by
the international collaborative study. In this study, 17 cases of congenital sideroblastic anemia
were found at Chinese Academy of Medical Sciences and Peking Union Medical College. In 7 out of
17cases, mutations of 5-aminolevulinate synthase (ALAS2) gene, which is the first enzyme of heme
biosynthesis in erythroid cells were identified. In addition, mutations of SLC25A38 gene, which
codes the mitochondrial glycine transporter were identified in 3 out of 17cases. Gene mutations of
22 congenital anemia cases at National Institute of Immunohaematology in India were analyzed;
however, mutations responsible for CSA were not identified. In Japan, a novel mutation of HSPA9 gene

and SLC5A6 gene was found. The significance of mutations are being confirmed by in vitro
differentiation system established in this study.
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